The history of the European Society of Human Genetics, described in detail in other contributions, showed that the society started in 1967 as a meeting place for clinical geneticists but gradually evolved into an organisation bringing together scientists interested in exchanging results of their research. Clinical geneticists and cytogeneticists started to feel that they were losing their informal exchanges about clinical experiences at these meetings. Soon this led some of them to set up separate associations, such as the European Society of Human Reproduction and Embryology (ESHRE) in 1985, and in 1997 the European Cytogenetics Association (ECA).
In the meantime, the results of genome research were providing increasing diagnostic possibilities to clinical genetic facilities. The activities of existing molecular genetic labs grew steadily and more and more labs started to incorporate a molecular approach in their research and diagnostic activities. With the financial support of national initiatives, or EU programmes (Framework Programmes, FP4-7) such as gene mapping efforts, EuroGEM, Genethon, CEPH, different CF projects pertaining to lab quality in particular the CF Quality Network, EMQN, CRMGEN and many others, molecular labs and clinical services became aware of a number of quality issues that required a European consensus approach in order to maintain the highest quality possible in their services to the community.
Indeed, results from different surveys and quality assessments showed that genetic services in Europe, while based on high-quality scientific know-how, suffered from technical errors and poor reporting, caused by a lack of structuring and complementarity at the European level, and the absence of a common European objective to provide quality services to all its consumers. Diverse and heterogeneous quality schemes, lack of reference systems and differing Member State (MS) regulations, added to the overall disorganization and fragmentation of services. In the meantime, genetic services faced an ever-increasing number of requests for testing, while widespread susceptibility testing and pharmacogenetic tests were entering clinical practice.
During exchanges between molecular and clinical geneticists involved in many of these EU-supported initiatives a consensus grew about the need for a European initiative. In The EuroGentest NoE (EUGT) aimed to develop the necessary infrastructure, tools, resources, guidelines and procedures leading to the establishment of harmonised, quality genetic testing services in Europe, which can interact with, stand as a model for, or help to achieve similar services on other continents. This was to be achieved by bringing together, in a real long-term partnership, experts and expert centres in Europe engaged in different aspects of testing, including researchers, small and medium enterprises (SMEs), testing laboratories, quality management and public health experts, ethicists, lawyers, sociologists, educational authorities and consumers. The NoE focused on four major domains: quality of the laboratories, quality of the clinical aspects of the genetic services, translation of technologies into diagnostic practice and educational aspects.
The NoE also set up an Advisory Board with representatives of European and international organisations in order to have wide input from all sectors (see box 2).
During the 5 years hundreds of interested parties (labs, facilities, non-EU organisations, etc) joined the NoE as associate members. Through the many official and associated participants the NoE soon became a network of networks with representatives of a large number of organisations interested in its aims such as: ECA, Orphanet, EMQN, ERNDIM, OECD, CDC, ACMG, WHO, EFB, Europabio, EDMA, GeneBanC, SAFE NoE, RELAGH, PHGEN, CAPABILITY, EUROCARE CF, CANGENETEST. This not only stimulated the activities of the NoE, but also helped to spread its message, develop information and provide support to large numbers of genetic facilities including those present on different continents. Terms such as accreditation, ISO norms, and evaluation soon came to be understood by the whole genetics community in Europe.
Over the 5 years of the NoE, the different WPs and Units achieved their milestones and deliverables and already many achievements were clearly visible. To mention just a few:
EQAs for molecular (EMQN; CF Network) and biochemical tests (ERNDIM) have been given support allowing them to expand their activities more than 500 laboratories are involved. A new electronic EQA for cytogenetics (CEQA) was set up and became very successful. 27 very successful training sessions about quality management and accreditation have been organised in different countries for 400 participants from 39 different countries. Reference materials for Prader Willi, Fragile X and Bcl-ABL have been developed and were adopted by WHO. Different meetings pertaining to RF and the IVD directive led to a proposal for modification of the directive. A European Central database of laboratories with validated quality criteria has been developed in collaboration with Orphanet and is online on the Orphanet website. Validation of the Chemagen DNA extractor, MLPA and HR-MCA methods have been finalised and published. Approved minimal criteria for quality genetic counseling have been published. A tool for self-evaluation for clinical geneticists has been developed. A contextual definition of genetic testing is available. 33 Gene cards containing information on the clinical utility of genetic test are available. A database containing information on 20 important diagnostic gene patents has been developed. The overview of 27 MS on the implementation of the European Convention on Human Rights and Biomedicine has published results on 15 MS and has created a very successful website with this information. 15 informative leaflets on aspects of genetics for patients are available and have been translated in 27 languages. The document 'Core competences in Genetics for Health Professionals in Europe' has been approved by the genetics community and published. A series of publications on 'Genetic testing of minors' based on EU surveys is available. A new network of European genetic counselors was launched. 32 fellowships for young investigators to spend a short training period in the lab of a NoE participant were provided. EuroGentest participated in different expert meetings at the EU, US and global level. Many participants in EuroGentest gave presentations at numerous EU and international congresses.
Newsletters were published, the website was overhauled a number of times, press releases were drafted, numerous scientific publications were submitted. More than 140 international publications have been produced.
Since participants and interacting scientists were members of the ESHG, during the whole duration of the NoE, quality meetings were held and special sessions on technological developments were organised at the ESHG annual meetings. To further integrate the philosophy of EUGT in the activities of the society, a special quality committee was created by the society in 2007, and its role in improving the quality of the clinical and laboratory aspects of the genetic services were discussed in this committee. As a result of the discussions in the NoE and in the society committee it also became clear that the ESHG should invest in creating a structure that could monitor and improve the quality of the training of professionals involved in providing the genetic services (clinical, lab geneticists, and counsellors) . This led to the creation of an ESHG committee for professional aspects and resulted in 2012 in the creation of the European Board of Medical Genetics EBMG).
When the EUGT contract ended in 2010 we were able to conclude that international awareness of existing quality issues had been improved. The will to make these necessary improvements and to move towards harmonisation was now present both within and outside the NoE. Many tools necessary to make these improvements were now available. Clearly, EuroGentest had become a kind of trade mark for quality issues in genetic services.
Since prolongation or the resubmission of a proposal for a NoE under FP7 was not possible, different solutions with the potential to continue some activities were examined. The board of the ESHG, while being very interested in the EUGT activities, was understandably somewhat reluctant to take over all its activities in view of the annual budget of €1 000 000 that had supported the network thus far. Finally, a proposal for a Concerted Action submitted by Gert Matthijs, who had succeeded Jean-Jacques Cassiman, was successful and allowed the continuation of some of the activities of EuroGentest from January 2011 onwards.
In the meantime other EU-funded projects pertaining to molecular genetic activities, such as TechGene and 3 Gb-Test, were running and led to the development of various guidelines and best practice recommendations published in the EJHG. SOPs and lab accreditation became a must for diagnostic labs. The existence of External Quality Assessment and the harmonisation of the tests being offered became evident. An ad hoc group of ESHG Board members reviewed what EUGT had achieved in order to find approaches that would allow ways to integrate EuroGentest activities into the society. A proposal to undertake this without the risk of bankruptcy was made to the board. Finally, in 2013 a new committee was created by the board the ESHG-EuroGentest Committee. This committee includes four sub-committees representing the main activities of the original EuroGentest NoE. I am convinced that all the geneticists in Europe or further afield who contributed to or participated in EuroGentest, will continue, together with the ESHG, to support the approach initially developed by the NoE and its successors in order that the provision of quality genetic services to the population can be guaranteed.
